Source: Amplified human genomic DNA.
Polymorphism: Sequencing of amplified exon 4(1) identified a single base pair substitution at position 1100 in the coding sequence of 3/3-HSD. The replacement of A (allele 1) by C (allele 2) results in codon 367 changing from Asn to Thr. This is the first non-synonymous polymorphism to be described in 3/3-HSD and its physiological effect has yet to be assessed. Mild late onset deficiencies of 3j3-HSD have been associated with hirsutism, oligomenorrhoea and male pseudohermaphroditism. In vitro expression and enzyme kinetics of both alleles are under investigation; as are linkage studies with the 3/3-HSD BgHI synonymous polymorphism (2).
Chromosomal Location: Ipl3.1 (3); Ipl3 (4).
Mendelian Inheritance:
In two families (7 individuals). Source and Description: pPRPII2.2RP is a 2.2 kb Pstl-EcoRI fragment derived from a proline-rich protein genomic clone (PRP-1) subcloned in pAT153 (1). The 2.2 kb insert was originally isolated from a human genomic library propagated in lambda phage Charon 4A by probing with a cloned proline-rich protein DNA synthesized from rat parotid gland mRNA (2). It contains a 980 bp Hinfl fragment which cross hybridizes with other human salivary protein complex (SPC) genes (1).
Polymorphisms: HaeHI identifies a six allele polymorphism with constant bands of 3.2 kb, 1.0 kb and 0.8 kb. Chromosomal Location: The human SPC which consists of six coding loci spanning over 700 kb of DNA (3) has been mapped to chromosome 12 by cell hybrid analysis (4) and to 12pl3.2 by in situ hybridization using pPRPII2.2RP (1).
Frequency
Probe Availability: pPRPH2.2RP is available from the American Type Culture Collection (ATCC) in Rockville, Maryland.
Other Comments: Although it is barely discernible in this example, the 1.0 kb constant fragment has been observed in other blots.
